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Knunuueckuii cnyuyaii / Clinical case

[@)evso

CyHAPOM MHUMOIO U30bITKa
MUHEPAaNIOKOPTUKOUAOB: KJIMHUYECKUU cny4yam

HypanueBa H. ®., JlaBpeHiok A. A., ApxunacaHoBa M. XX., lOkuna M. 1O., HYyryHoe U. C.,
MnatoHoBa H. M., TpowwmHa E. A.

[ocynapcTBeHHbIl HayyHbI LeHTP Poccuinckon Pepepaunn PenepanbHoe rocyfapcTBEHHOE B0a)XeTHOE yupexaeHne «HaumoHanbHbIn
MeOVUMHCKWNIA UCCNenoBaTesibCKNn LLeHTP 3HA0KpUHoNorMm» MuHncTepcTea 3apaBooxpaHenuns Poccuiickoit depepaumu, . Mocksa

CunHOPOM MHUMOTO N36bITKa MUHepanokopTukonaos (MUM) — peakoe reHeTnyeckoe 3abosieBaHue, XapaKTepurayoLLeecs 0BEHUITbHOM
runepTeH3nen, rmnokanmemMment, cynpeccuen peHnHa n anbgoctepoHa. CuHapom MM obycnoeneH myTaumein B reHe HSD11B2, koTopblii
koampyeT 11B-ruppokcucteponanerngporeHasy 2 Tmna, NpeBpaLlatoLLyto KOpPTU30 B KOPTUIOH.

Llenbto cTaTby ABNSETCS ONUCaHMe KIIMHUYECKOrO Clly4as FreHeTU4ecku noaresepxaeHHoro (mytauus c. 911A>G rena HSD11B2) cunagpoma
MWM. 3abonesaHne maHMdEeCcTMpPoBaso B NepBble roAbl XN3HW; NauMeEHTY Ha3dHa4YanMcb aHTarOHUCTbl MUHEPaIOKOPTUKOUOHbIX PELENTOPOB,
npenaparbl kanus, kanuincoeperaiowme OUypPeTUKn, opyras aHTUrmnepTeH3nBHas Tepanus. B cBA3M C OTCYTCTBMEM CTOMKON HOPMOTOHUN
1 HopMoKanueMum ¢ 12 neT Ha3Ha4YeH gekcameTas3oH. Bcnencreme HEKOHTPONMPYEMOW apTepuanbHOM rmnepTeH3nn
M TMNoKanneMmnmn pasBuINCb OCNOXHEHUS (MeayNNsapHbli HedpPOoKaNbLMHO3, PEMOOENNPOBAHNE M1Uokapaa), a ain-
TenNbHbI NpuemM gekcameTa3oHa NpUBeEN K 3aMeLIEHMIO TEMMOB MOSIOBOr0 CO3PEBAHNSA U CHUXEHNIO MUHEPaNbHON
MAOTHOCTN KOCTHOW TKaHW.

Knto4eBbie cnoBa: MHNMBIV 36bITOK MUHEPASIOKOPTUKOUAO0B, apTepuasbHas runepTeHauns, rmno- KanneMmms, aH-
TaroHUCTbl MMHEPANOKOPTUKOUOHBIX PELLEeNTOPOB, AeKCaMETa30H.
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Syndrome of imaginary excess of mineralocorticoids: a clinical case

Nuralieva N. F., Lavrenyuk A. A., Adjiasanova M. Zh., Yukina M. Yu., Chugunov|l. S.,
Platonova N. M., Troshina E. A.

Endocrinology Research Centre, Moscow, Russia

The syndrome of apparent mineralocorticoid excess (AME) is a rare genetic disease characterized by juvenile hypertension, hypokalemia,
suppression of renin and aldosterone. AME syndrome is caused by a mutation in the HSD11B2 gene, which encodes 11B-hydroxysteroid
dehydrogenase type 2, that converts cortisol into cortisone.

The purpose of the article is to describe a clinical case of genetically confirmed (mutation C.911A>G of the HSD11B2 gene) AME syndrome. The
disease manifested in the first years of life; the patient was prescribed mineralocorticoid receptor antagonists, potassium preparations, potassium-
sparing diuretics, and other antihypertensive therapy. Due to the absence of normotonia and normokalemia, dexamethasone has been prescribed
since the age of 12. Due to uncontrolled arterial hypertension and hypokalemia, complications developed (medullary nephrocalcinosis, myocardial
remodeling), and prolonged dexamethasone intake led to a slowdown in puberty and a decrease in bone mineral density.
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BBepeHue

CHUHIPOM MHMMOTO M30bITKA MUHEPaIOKOPTUKO-
nmxoB (OMIM: 218030) — »t0 opdaHHOE 3a00ICBaHNIE
C ayTOCOMHO-PELECCUBHBIM TUIIOM HACJIEIOBaHUS, Xa-
paKTepU3YIOIIeecs Pa3BUTUEM B pAHHEM JIETCKOM BO3-
pacte apTepyuaJIbHOM TUIIEPTEH3UU, TUTTOKATUEMIHT 1 Me-
TabOJIMYECKOTO ajKoJio3a IMPpU HU3KOM YpPOBHE peHUHa
M aJlbIOCTepOHa. 3aboJieBaHWe 00YCIOBICHO BhIpaXKeH-
HbIM CHUXXKeHUeM ¢byHKuMU pepmeHTa 11B-ruapokcu-

crepoumneruaporeHassr 2 tuna (113-HSD2) BcnencTsue
MHAKTUBUpYIoLIei Mmyrtauuu B rene HSDI11B2 (16q22.1),
KOIMPYIOILEM JAaHHbII (PepMEHT.

Inudemuonoeus

YacToTa BcTpeuaeMoCTH 3a00JieBaHMs, COTJIACHO 0a3e
nanHbix Orphanet [1], coctaBasier meHee 1 ciydas Ha 1000
000 nerckoro HaceneHust. Tak, ¢ 1974 rona, Korna CHHIPOM
OBbLTT BIIEpPBbIE OMMCaH, BbISIBAEHO Bcero uyTh 6ojiee 100
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ciaydaeB [2]. Ilpennosaraercst 6oJbluasi 4yacToTa JaHHOM
TaTOJIOTHH 3a CUET HeMAarHOCTUPOBAHHEBIX CJTyJaeB y Ma-
LWEHTOB C JICTAJILHBIM MCXOJIOM B TIepBBIC THU KU3HU.
Kpome toro, coobianock o BeICOKoi (0Kojo 7%) pac-
MPOCTPAHEHHOCTU TaK Ha3bIBAEMOI'O HEKJIACCUUECKOTO
MHMMOTO U30bITKa MUHEpaJIoKopTuKonaoB. Hanbombliee
YHCJIO CJIydaeB 3a00JieBaHus 3aperucTpupoBaHo B OMaHe.
[Mpuuem 75% nauyeHTOB ObUIM POKAEHBI B OJIM3KOPOI-
CTBEHHBIX Opakax [3].

Ilamoeenes

113-HSD2 pacnpocTtpaHeHa BO MHOTUX TKaHSIX-
MUIICHSIX MUHEPATOKOPTUKONIOB, TAKMX KaK MOYKH,
CJIIOHHBIE XeJIe3bl, TOJIOBHOW MO3T, TUIALlEHTa U TOJCTBIN
KHWIIEYHUK, U 00eCIIeunBaeT IpeBpalleHne aKTUBHOTO
cTepoua KOPTH30ja B €T0 HEaKTUBHBIN META0OJIUT —
KopTu3oH [4]. B xone naHHoOi1 peakuuu oopa3yeTcss MO-
nekyna NADH. Kak u3BecTHO, KOPTU30JI 1 aAbAOCTEPOH
CBSI3bIBAIOT MUHEPATOKOPTUKOUAHBIE petenTopbl (MKP)
C OJIMHAKOBOI a)(UHHOCTHIO, TIPU 3TOM YPOBEHb LIMP-
Kynaupytomero koptusona B 100—1000 pa3 mpeBbIlIaeT
TaKOBOIT aJbpIoCcTepoHa. B To ke BpeMsi, KOPTU30H HE
obmamaeT a(UHHOCTHIO K MUHEPATOKOPTUKONITHBIM
peuernrropaM. biaromapss KoHBepTalliM 9YacTU KOPTHU-
30Jl1a B KOPTU30H Mo AeiicTBUeM 11-06eTa-ruapokcu-
CTePOUIICTUAPOTEHA3Hl 2 TUTIA TIPEAYIIPEKIACTCS €TO
cBsa3biBaHue ¢ MKP. bosbliast yacth KOpTH30J1a BCe XKe
CBSI3BIBAETCS C MUHEPATIOKOPTUKOMIHBIMI PEIICTITOPAMM,
OJIHAKO MPHU 3TOM aKTUBALIMU PELIETITOPOB MPETSITCTBYET
monekysna NADH [5]. Takum obpa3om, posb 113-HSD2
3aKJIlI0YaeTCs B 00ECIeYeHUM CeJIEKTUBHOMN aKTUBALIUU
MKP anbgocrepoHOM MyTeM MHAKTUBALIMU KOPTHU30a
un obpasoBaHust NADH (pucynok 1). [ToxHoe niu ga-
CTUYHOE CHIDKCHUE aKTUBHOCTH (DepMEHTa TIPUBOIUT
K HAaKOIUIEHUIO KOPTU30Jia U runepctumyiasuuu MKP
[2]. B pe3ynbpTaTe BO3HMKAIOT MTATOJIOTMYCCKHE TIPOLIEC-
CBHI, KOTOPBIC aHAJIOTMYHEI TAKOBBIM Y TTAIIUEHTOB C TIEP-
BUYHBIM THUIIEPATHIOCTEPOHU3MOM: HU3KOPECHUHOBAS
apTepHayibHasI TUIIEPTEH3USI, TUTTOKATMEMHUS, TTOpaKeHe
OpraHOB-MUILIEHEH: TToYeK, cepala, COCya0B, U pouune
U3MEHEHMUSI.

BaxxHO OTMETHUTB, YTO Y MallMEHTOB HE BO3HUKAIOT
MpU3HAKU TUTIEPKOPTULIM3MA OJarogapsi COXpaHHOM 00-
paTHoOi1 oTpuiatenbHoit cBsa3u ¢ AKTT 1 KopTuKoTpomuH-
PUIN3UHT-TOPMOHOM U MPOUYMM ITyTSIM MeTaboau3Ma

11B-HSD2 Anbp0CTepOH
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PucyHok 1. B3anmogencreme anbaocTepoHa 1 KopTruaona ¢ MMHepano-
KOPTUKOUOHBIM PELLENTOPOM B HOPME

HereHoMHBIe 5 eKThI

DOV

koptusona. [Ipu aToM B Moue ornpenensieTcsi CHUXKEHUE
MeTaboIMTa KOPTU30HA — TeTPArnApOKOPTU30HA, a YPO-
BEHb METa00JINTA KOPTU30J1a — TETPArMaApOKOPTU30JIa — HE
MeHsieTcsT (pUCyHOK 2) [6].

Kpowme Toro, paznnyarot Tak Ha3bIBa€MbliA HEKJIACCU -
YECKUU CUHIPOM MHUMOTO U30bITKA MUHEPATOKOPTHUKO-
UIOB, KOTOPBIN pa3BUBAaeTCs MO NEACTBUEM 9K30T€HHbBIX
uHruourtopon 113-HSD2: cononku, TpuazoabHbIX (PyH-
TULIUOOB [2].

Kaunuueckasn kapmuna

Jns nereit ¢ CMUHIPOMOM MHUMOTO M30BITKA MU-
HEpaJoOKOPTUKOUIOB XapaKTepHa HU3Kasl Macca Tejia
MPU POXKIEHUU, UTO, BEPOSITHO, OOYCIIOBIEHO HEIOCTA-
TOYHOU akKTUBHOCTBIO 11[3-HSD2 nnaueHTHl, B CBSI3U
C YeM TTOBBIIIAETCS HETATUBHOE BIUSTHUE MAaTEPUHCKOTO
KOpTHU30Jia Ha pa3Butue mwionaa [2]. [Mociae poxneHus
COXPaHSIOTCI HU3KHUE TEMITbl pOCTa U MPUOABKU MaCChl
Tesla. OCHOBHbBIE KIMHUYECKUE TTPU3HAKU 3a00JIeBaHUS
BO3HMKAIOT B IETCKOM Bo3pacTe. OTCYTCTBUE CUMIITTOMOB
B MEpBbIe MECSIIbI, & MHOTAA FOAbl XKM3HU, MPEATOJI0-
>KUTEJbHO, O0YCIOBJIEHO HU3KUM YPOBHEM 3KCTIPECCUU
MUHEPATOKOPTUKOUAHBIX perenTopoB. [Ipu noctu-
JKEHUU MaKCUMaJIbHOTO YPOBHS y TallMeHTa pa3BUBa-
I0TCSI apTepualibHasl TUTIEPTEH3UsI C TTOBBIIIEHUEM KaK
CUCTOJIMYECKOTO, TaK U NUACTOJIUYECKOTO NaBJICHUS,
TUTIOKAIMeMUS U MeTabonnyecKuii ankanos. ['mmoxanu-

11B-HSD TunoTanamyc
Koptuson Kopruson KOPTHKOTPOIUH
- 4 PUH3HHT-TOPMOHOM
l 5@-pemyxrasa l [ 2w
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PucyHok 2. Meta6on13m KopTn3osna 1 KopTMaoHa
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eMUs 00yCJIaBINBACT Pa3BUTHE ITOJIUYPUU U TTOJTUIHII-
CHMU C TocJienyomuM GopMUpOBaHUEM MEIYJISIPHOTO
KucTo3a. Takxke oTMedaeTcs MOBHIIIEHNE SKCKPEIINU
KaJbllMsl, YTO IPUBOAUT K PA3BUTUIO MEIYJISIPHOTO
HedpOKaIBIIMHO3a C IIPOrPecCUpoOBaHEM B XpOHUUE -
cKy1o 6oJie3Hb movek [7]. Ha ¢poHe runmokanueMu MOTyT
oTMeuaTbesl pabamomuonus u pBota [8]. Tskenas apre-
puanbHas TUTIEPTEH3UST aCCOLIMUPYETCS ¢ TTOpaKeHUeM
OpPTraHOB-MUIIIEHEH, pa3BUTHEM THIIEPTOHUYECKOM PETH -
HOMATUM, UILIEMUYECKO He(pOIaTUM, KapIuOMeTaInu,
TUuIepTpodUU MIUOKapa JIEBOTO XKeJIyITouka, MH(apKTOB
muokapaa. Kpome toro, Ha ¢poHe HapylleHUsT TOHYycCa
¥ HEJIOCTHOCTH COCYIMCTON CTEeHKHM pa3BUBAIOTCS IIe-
peOpabHasi UIIeMUST U UHCYJbTHI.

Huaenocmuka

JuarHocTuKa 3a00JieBaHUSI OCHOBaHA Ha aHAJIM3¢e TaH-
HBIX KJIMHUYECKOM KapTUHEI, pe3yIbTaTax JJa0opaTOPHBIX
M TeHeThYecKux ucciaeposanuii. [1pu nabopaTopHoMm 00-
CJIeIOBaHUM B KPOBU OTMEUAIOTCS BBIpaXkKeHHAsT TUTIOKA-
JIMEeMMS, CYTIPECCHsI YPOBHS aJIbIOCTEPOHA M PEHUHA, CHU-
XKeHIe KOPTU30Ha IMPU HOPMaJIbHOM YPOBHE KOPTHU30JIa
(4TO NMPUBOIUT K YBEIUYCHUIO COOTHOIIECHUST KOPTU30J1/
KOPTU30H).

B Moue BBISIBISIETCS CHUXXEHUE COOTHOIICHUS Ha-
TpUi/KalInii, TAaKXKe OTPEIeIIIOTCS U3MECHEHUS YPOBHS
KOPTU30HA U COOTHOIICHUSI KOPTU30J1/KOPTHU30H, aHAJIO-
TUYHBIE TAKOBBIM B KpoBH [9]. Kpome Toro, cHuKaetcs
YpOBEHb MeTabO0I1UTa KOPTU30HA — TETPATUIAPOKOPTHU -
30Ha — IIPU HOPMaJIbHOM YPOBHE METa0OJMTa KOPTH-
30Jla — TeTparuapokopTusona. CoOOTHOIIEHUE TeTpa-
THAPOKOPTU30JI/TETPAaTUAPOKOPTU3OH 3aKOHOMEPHO
yBEJIUYUBACTCS.

JnarHo3 nmoaTBepKaaeTcsl HA OCHOBAaHUM pe3yJibTa-
TOB T€HETUYECKOI'O TECTUPOBAHMS — BBISIBJICHUS TOMO-
3UTOTHOM WJIM KOMITAYHI-T€TEPO3UTOTHOI MyTallly TeHa
HSDI11B2. B HacTosiiee BpeMsl U3BBECTHO OKOJIO 54 MyTa-
Ui JTaHHOTO reHa — HauboJjee yacTo B 3,4 1 5 3K30HaxX
[10]. B cnyyae, ecnu B ceMbe TeHETUUECKHU MOATBEPXKICH
CHHIPOM MHIMOTO U30bITKAa MUHEPAJIOKOPTUKOWIOB Y O~
HOTO U3 AeTel, pOAUTESIM MPU TJTAHUPOBAHUM TTOCIIE-
IVIOIINX OepeMEeHHOCTE peKOMEHIYeTCs TIpeHaTaIbHAS
IrarHocTuka. BaskHO OTMETUTBD, UTO TIPU TeTePO3UTOTHBIX
MyTalusIX aKTUBHOCTh (DepMEHTAa B OTIPEICICHHOM CTeTIe-
HU COXPAHSIETCsI, YTO OOYCIOBIMBAET MITKOE TCUCHUE 3a-
0oJIeBaHUsT, KOTOPOE B TAKOM CJTydae Ha3bIBAeTCsT HEKJIAC -
CUYECKMM MHUMBIM M30BITKOM MUHEPATOKOPTUKOUIOB
M BCTpeYaeTCsl OTHOCUTENbHO yacTo [11].

I1pu obcnenoBaHUM MalleHTa MOTYT TaKKe BBISIBJISITh-
cs U IpyThe U3MEHEHUs, HallpuMep, TUTICPKATbLINYPUST
¥ TIPOTEUHYPUS B aHAJIU3€ CYTOYHOM MOUM, He(DpOKab-
IIMHO3 TMIPU BU3YAJTU3UPYIOIINX UCCIIEOBAHUSIX TTOYEK,
rurnepTpoduss MUoKapa JEBOI0o XeJIyaIouKa Ipy dX0Kap-
nuorpaduu [2].

Jleuenue

JleyeHne KacCHMIECKOro CUHAPOMa MHUMOTO U30BIT-
Ka MUHEpaJOKOPTUKOUIIOB HAIIPaBJIEHO Ha KOPPEKIIUIO

OCHOBHBIX XU3HEYIPOXKAIOIINX COCTOSHUN — BBIpa-
XXEHHOU TMIIOKAJIMEMUU U PE3UCTECHTHOM apTepuaib-
HOU runepTeH3uu. B nmepByoo ouepenb peKOMEHIYETCs
HU3KOocojeBas gueta (MeHee 1 T coau B CYTKU) U yBe-
JIMYeHUe TTOTPeOIeHUST KaIuiCOoAepKaIIuX MPOAYKTOB.
MenukaMeHTO3Has Teparnus HalpaBjieHa Ha OJIOKMpPOBa-
HUE MUHEPATIOKOPTUKOUIHBIX PEIIETITOPOB ITPU TTOMOIIIHN
IpenapaToB-aHTarOHUCTOB (HAIpUMEp, CIIUPOHOJIAKTOH
WU 3TJIEPEHOH) M BIMSHUE Ha paboOTy HATPUEBOTO Ka-
HaJla IoYeK MpHY IMTOMOIIM KaJuiicOeperaroix TnypeTr-
KOB (HampuMmep, TpuaMTepeH WU aMUJIOPU), a TaKXKe
Ha CHMXXEHHE 3HIOTeHHON MPOAYKLIMU KOPTHU30Ja MpU
IOMOILLM ITIOKOKOPTUKOUAA JeKcaMeTa30Ha, KOTOPBIi
He oOJlagaeT MUHEPaJTOKOPTUKOUIHON aKTUBHOCTHIO
[7]. ITpu HEOOXOAUMOCTU MAlIMEHTaM MOTYT Ha3HavYaTh-
Csl M aHTUTUIIEPTEH3UBHBIE TIperapaThl AIPYTUX TPYII,
a Takoke Tpernaparsl Kanus. Kpome Toro, B uTeparype
OIIMCAHBI CJIydau CTOMKOIO perpecca apTepuaJlbHOM I'r-
TEPTEH3UN U TOCTIKEHYSI HOPMOKAJIMEMUHU TIOCTIE TPaHC-
IUTAHTALMK TTOYKH [6].

[Tpenapatom mepBoro psifa SIBIASETCS] CITMPOHOJIAKTOH,
KOTOPBIM MOXET Ha3HAYaThCs B JOCTATOYHO BBICOKMX
nosax. Tak Kak B OOJBIIMHCTBE MyOIMKALMI aHATU3U-
pyIOTCs cliydau 3a00jieBaHUS y AeTeit, J03bI IIperapaToB
paccuuThiBatoTcs Ha Bec. CITMPOHOJIAKTOH SIBJISIETCS He-
CEJIEKTUBHBIM aHTaTOHUCTOM MUHEPaJTOKOPTUKOMIHBIX
PELIETITOPOB M BO3IEHCTBYET TaKXe Ha TTIOKOKOPTKHO-
UIHBIE, TIPOTECTEPOHOBBIC U aHAPOTEHOBBIE PELIEIITO-
DBI, B CBSI3U C YeM MOXET BbI3BIBATh PAa3BUTHE TTOOOYHBIX
3 HEKTOB: Y MY>KUMH UMIIOTCHIIUIO M THHEKOMACTUIO,
y KEHIIIMH — CHWXXEeHWe JTNOUI0, HapyIIeH!UsI MEHCTPY-
ajpHoro 1ukia. [1py mpuMeHeHUH Tpenapara B IeTCKOM
BO3pacTe CYILECTBYET PUCK 3aMEIJICHUS TEMITOB ITOJIOBOTO
CO3peBaHUs Yy MAIBLYMKOB. B Takux ciydyasx Bo3MOXHa
3aMeHa TperapaTta Ha CeJIeKTUBHBIIT aHTarOHUCT MUHE-
PaJIOKOPTUKOUIHBIX PeLEeNTOPOB — A1uiepeHoH. OaHa-
KO HEOOXOIMMO OTMETUTD, YTO aKTMBHOCTD SIIJIEPEHOHA
cocTaBisieT ToIbKO 60% OT TaKOBO# CIIMPOHOJIAKTOHA
[12]. Takke BO3MOXHO Ha3HauUeHUE KajuiicOeperaro-
IIUX TXYPETUKOB. THUa3uIHbIE TUYPETUKU TOJIKHBI TIPH-
MEHSITBCSI C OCTOPOKHOCTBIO, TaK KaK MOTYT YCYTyOUTh
runokanueMuto. HazHaueHue gekcamerazoHa 000OCHO-
BaHO Y IMAIIMEHTOB C OTCYTCTBUEM 3(pdeKTa oT Tepanuu
AHTAarOHMCTaMU MUHEPAJTOKOPTUKOUIHBIX PEIIEITOPOB
U Kanuiicoeperatomumu auypetukamu. [TodouHbie 3¢h-
¢exThl Tepanuu AeKCaMeTa30HOM XOPOIIO M3BECTHHI.
Haznauenue npemnapara B J€TCKOM BO3pacTe TpedyeT
0C000I OCTOPOXKHOCTH, B CBSI3M C YBEJIMYEHUEM pHUCKa
3aJep>KKU pocta [7].

B Poccum onucaHbl eIMHUYHBIE Cllydyau CUHApOMa
MMWM [13]. Bmecte ¢ Tem, ¢ yueToM KpaiiHe HU3KOH pac-
MMPOCTPAaHEHHOCTU, TPEOYETCS HAKOTUJICHUE JAHHBIX IS
paciMpeHust 3HaHWI 00 3TOI TATOJIOTUHU C TTOCIEAYIO-
1M aHaJIU30M OCOOEHHOCTE KJIIMHUYECKO KapTUHBI
U CO3/IaHUs aJITOPUTMOB BeIEHUST KOTOPTHI OOJBHBIX
¢ MUM. B cBs3u ¢ ueM mpeacTaBiisieM OoNMCcaHue Taiu-
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eHTa ¢ MMM, KoTOopblii JyTuTEIbHOE BpeMsl HaOI01aeTcst
B THL P® ®I'BY «<HMUWILI sHmokpuHOJOrMM» MUH3-
npasa Poccum.

KnuHunuyeckuin cny4yai

ITauyeHT MYKCKOTO MoJjia poauacs B OJIU3KOPOI-
CTBEHHOM Opakxe: oTell M 0abyIKa 1o MaTepUHCKOM 1~
HUU SIBJISIFOTCS TPOIOPOIHBIMU OpaToM 1 cectpoii. [1po-
OaHI SIBIISICTCS IATHIM PEOCHKOM B ceMbe. [[Boe cTapIimmx
nIeTeil B ceMbe 3M0POBBI, IETH OT TPEThEH M YeTBEPTOM
O6epeMeHHOCTH (MaJTbUMK U IeBOYKA) CKOHYAIMCH B MJIa-
JNIEHYECKOM BO3pacTe: Ha MEPBBIE U COPOKOBBIE CYTKU
Ku3HU (pucyHok 3). 'eHeTuuyeckoe odcien0BaHUE 3TUM
JIETSIM He TPOBOAWIOCH. [TallueHT OTHOCUT ceds K Hallu-
OHAJIbHOCTU aBaplIeB.

PucyHok 3. PogocnosHas naumeHTa

BonbHoii ponuiics B 2003 rony Ha 36 Henesie ¢ Mac-
coii tesia 2600 1. C TpeThero Mecsia XKMU3HU OTMEYaIiCh
NOIbEMBI TEMIIEPATYpPhl 10 (peOPUIbHBIX 3HAUCHMIA,
pebeHOoK MepecTa MpUoOaBIsATh B Bece, Hauaa OOUIb-
HO cpbhiruBaTh. Heo0XoauMo OTMETUTh, UTO TaHHBIE
CUMIITOMBI OBLJIM B OCHOBHOM KJIMHUYECKUMMU ITPOSB-
JIEHUSIMUA BPOXIECHHOM T€HEPAJIU30BAHHON BUPYCHOM
nHeKInn (IuTOMeTaJoBupyc + DnmreiitHa-bappa

CnvpoHonakToH 250 Mr

BUpYyC + BUpYC Teprieca yeaoBeka 6 Tuna). Ha done
3a00JieBaHMS Y TIAIIMEHTA TaXke pa3BUIach IpblXa M-
IeBOJTHOTO OTBEPCTUS AuadparMsbl, MO TMOBOAY YErO
B MocJenytolieM OblJT HEOAHOKPATHO MPOOIepUpOBaH
(B 2006 romy mBakabl IPOBOAMIACH TACTPOGMYHIOILIM -
Kauus no Hucceny).

B 1 rox 3 Mecsiia 1adopaTopHO BBISIBJIeHA TMITOKA-
JIMEMMUS 2,2 MMOJIb/JI, TIOTyYaa MH(GY3MOHHYIO Teparuio
Kanmii xjjopuaoM — 6e3 apdexra. B 2 roga BBISIBICHBI
apTepualbHAS TUIIEPTEH3Ms C TTOBBIIIICHUEM apTepu-
aJlbHOTO gaBjieHus a0 160/90 MM pT. CT, moauypus,
TTOJTUIUTICUS 10 3 JI/CyT, 1ab0paTOpPHO OTMeYanach M-
moKajareMus 10 1,9 MMOJIb/JI, aIKajio3, U30CTeHYPUS,
TaHHBIX 32 HecaXapHBI IruadeT W MepBUYHBINA THTIE-
PajbIOCTEPOHU3M MOIydeHO He 6bu10. B 2006 romy ObL1
3aI003peH CUHIPOM MHUMOTIO N30bITKa MUHEPAJTOKOP-
TUKOWJIOB, MHUIIMMPOBaHA TePanusi CIIMPOHOJaKTOHOM
250 Mr/cyT U mpemnapaTaMy Kajaus C MOJOXUTEIbHBIM
a¢pdexrom. Ha ¢poHe mpoBOAMMOro JiedeHUsI CTOMKOM
KOMIIeHCAIIUM 3a00JIeBaHUSI TOCTUYDb HE YIaBajloCh,
BO3HMKAJIN 3ITM30AbI TTOBHIIIICHUS apTePUAIbHOTO JaB-
neHus 1o 170/120 MM pT. CT., a TaKKe THUITOKATACMUSI
110 2,6 MMOJIb/ 1.

Hanee naueHT Habmogancsa B MHCTUTYyTe neTCKOM
supokpuHosorun ®I'bY «HMMUWII sunokpuHoIOTUN»
Mun3znpaBa Poccun, rae nuardHo3 ObLT MOATBEPXKIEH re-
HETUYECKU: BBISIBJIEHA TOMO3UTOTHAsI MUCCEHC-MYTaIlnsI
c. 911A>G (p.His304Arg) B rene HSD11B2. Jlonroe BpeMst
MOJIy4Ya aHTarOHUCTHI MUHEPATOKOPTUKOUIHBIX PELIeT-
TOPOB, TIpernapaThbl KaJus ¥ MMU30IUISCKU aMUJIOPU/I,
OIHAKO CTOMKOW HOPMAJIM3ALMU apTePUATIbHOTO JaBJie-
HUS ¥ YPOBHSI KaJIusI KPOBM HE OTMeYaoch. B cBsi3u ¢ ma-
J101 3 (PEKTUBHOCTBIO Teparuu ¢ 13 JIeT MOIMOTHUTEIIBHO
Ha3Ha4YeH aekcameTa3oH 0,5 MT/CyT ¢ TTOCTeIIeHHOM TH-
Tpauuei 1036l MaKCUMaJbHO 10 1,25 Mr/cyT. (pucyHOK
4). 3a nepuoa HaOIIOAEHUS HEe YIaBaJIOCh TOCTUYb M-
TeJIbHOW HOpMaJM3aluy MoKa3aTelell apTepuasbHOTO

100
Mr

AnnepeHoH 50 mMr

I'IpenapaTbl Kanus, aHTUrmnepTeH3nBHbIE Npenapartbl

2006 2007 2008 2009 2010 2011 2012 2013 2014 2015 2016 2017 2018 2019 2020 2021 2022

PucyHok 4. MNpenaparbl, NPUHUMaeMble naumeHToM ¢ MOMeHTa MaHudecTaummn 3aboneBaHus
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JaBJIeHUs 1 Kaaus. BeeacTBue HeynoBIETBOPUTETLHOTO
KOHTPOJIs 3a00JIeBaHUsI Pa3BWJIMCh OCJIOKHEeHMSs. Tak,
B 9 JIeT IMarHOoCTUPOBAaHBI NIBYCTOPOHHUMN MEAY UISIPHBIA
HehpoKaIbLIMHO3, XpoHUYecKasi 00Jie3Hb rouek C1A2,
a B 16 J1eT — KOHILIEHTPUYECKOE PeMOIEINPOBAHNIE MU~
oKapJja JIeBoro xemynouka. Takke B 13 jeT Ha ¢oHe Te-
panuu AeKcaMeTa30HOM OTMEYaaoCh CHUKEHHE TEMIIOB
TOJIOBOTO CO3PEBAHUSI.

B 2022 romy B Bo3pacTe 19 et manueHT Iepetiest o
Ha0moneHne B3pocibix 9HH0KpruHONIoroB ®I'BY «<HMUIL
SHIIOKPUHOJOTUM» B THCTUTYTE KIIMHUYECKOM SHIOKPH -
Hostoruu. [1pu mocTyrieHuu (PUCYHKH 5, 6) B OTAEIeHHUE
MPebSBIISUT XKAJIOOBl Ha TIOIbEMBI apTEPUATILHOTO TaB-
snenus 1o 160/100 MM prT. €T., 60JIb B MBIIILAX HAXHUX
KOHEYHOCTEe!, HUKTYPUIO, XKaX1Iy, CyXOCTb BO PTY, MOT-
JUBOCTh. OTMETUM, YTO HAa MOMEHT TMOCTYTICHUST 30HbI
pocTa, Mo JaHHBIM peHTreHorpacduu KUCTEH ¢ Jydyesa-
MSICTHBIMU CyCTaBaMM, ObLTU 3aKPBITHl U MALIUEHT JOCTUT
KOHe4YHoro pocTta — 158 cM. OTMeuanach HegJoCcTaTOuHast

PucyHok 5. MauueHT Ha MoMeHT rocnutanuaauum B FHL, PO ey «HMUL,
aHJokpuHonorun» Muusapasa Poccun B 2022 rony

Macca Tejla — MHIEKC Macchl Tejia cocTaBiist 17,2 Kr/m2.
ITpu obuieM ocMoTpe obpaiiian Ha cedsi BHUMaHUE TO-
cJeonepallMOHHBIN pyOel] Mo CpenMHHON TMHUH (TTocye
orepaluii ractpodyHaormimkanuii mo Hucceny) 6e3 mpu-
3HAKOB BOCTAJIEHUsI, @ TAKXKE yJaCTOK NEMUTMEHTALIMU Ha
KUBOTE — MPEAIOI0XUTEIbHO BUTUAUTO. [Ipu TOHOME-
TPUM OTMEYAJIOCh MOBBILLIEHUE APTEPUATILHOTO NaBICHUS
10 160/110 MM prT. CT.

PucyHok 6. YyacTok genurMeHTaumMm Ha XnBoTe nauneHTa Ha MOMeHT
rocnutanuaauuu B N'HL, PO ®rey «HMWL, shaokpuHonorun» MuHagpasa
Poccun B 2022 rony

Ha MomeHT mocTyriieHus mojydan Ciaeayonryio Tepa-
THI0: STUIEPEHOH 25 MT YTPOM U BEYepOM, JIeKCaMeTa30H
0,5 Mr yrpoM B 9:00 u BeuepoM B 21:00, Kanms aciaparu-
Har 158 mr 1 Mmaraus acrmaparuHat 140 Mr o 2 TabaeTku
YTPOM, JHEM U BEYEpPOM, aMJIOAUITUH 5 MT YyTPOM, IPU
MOBBILIEHUU AaBiaeHUsT Bbiie 160/100 MM pT. CT. — MOK-
cuHuauH 0,2 Mr.

ITo pesynbTaTam o0ciemoBaHUs, MPOBEAECHHOTO
B ycioBusix ®I'bY «HMUILI sHIOKpUHOJOIMK»: B aHA-
JIn3ax KPOBU OTMEUAJIOCh CHUXKEHUE YPOBHS Kalus A0
2,2 mmonb/n, Ha DKI omnpenensiuch Npu3HAKU TUITO-
KamuemMuu. [Ipy cyTOUHOM MOHUTOPUPOBAHUM apTe-
PUABHOTO JAaBJICHUS 3aPeTUCTPUPOBAHA apTepuaTbHast
runepreH3us 1o 156/89 MM pT. CT. B THEBHOE U HOYHOE
Bpems (night-peaker). A3oTBbinenuTebHAS (HYHKIIHS TTO-
YyeK OblJIa coxXpaHeHa (KpeaTuHUH 85 MKMob/11, CKD 114
Mi/MuH/1,73 M?), omHAKO OMpeaesiach aTbOyMUHYpPUSsT
110 82 MT/CYT, YTO COOTBETCTBOBAJIO CTAIMKM XPOHUYECKOM
o6one3Hu nouek C1A2; naHHBIX 3a TUTIEPKAIbLUUYPUIO HE
MOJYYEHO.

B ycnoBusix otneneHus mpoBeaeHa KOppeKIIus Tepa-
IMUU: SIUIEPEHOH 3aMEHEH Ha CIIMPOHOJIAKTOH ¢ OoJee
BBIpaxKeHHBIM KaJlniicoeperamomnuM 3Q@eKToM ¢ mo-
cTeTrieHHOM TuTpanueit mo3sl 1o 150 mr/cyTr. C yueToM
BIMSTHUS AeKCaMeTa30Ha Ha KaJuitype3 Jo3a IpernapaTa
yMmeHbllieHa 10 0,5 MT BeuepoM; TakKKe YBeJIW4YeHa 103a
TIepopaIbHOTO MpeTiapara Kaaus (1o 4 TabJIETKH YTPOM,

78 | FOCUS 3upokpunonorus | N21 | 2024 | FOCUS Endocrinology | Ne1 | 2024 |



Knunuyeckuii cnyyai /Clinical case

JTHEM U Be4epoM). YUUTHIBAask KOHIIEHTPUUECKYIO TUTIEP-
TpodHI0 MMOKapaa U MUKPOAJIbOYMUHYPUIO, TOTIOJHH -
TeJIbHO Ha3HauyeH Ipernapar U3 TPyIbl HHTUMOUTOPOB
aHTMOTEeH3UINpeBpallapinero gepMeHTa (HaIanpu
20 Mr yTpoMm U BeuepoMm). Ha oHe Koppekuuu Teparnuu
nocturHyra Hopmotonus (130/80 MM pT. CT.) 1 HOpMO-
Kanuemus (3,58 MMoJIb/1).

IIpu oOcnenoBaHUM HA MPEIMET OCIOXHEHUM Te-
panuu IeKcaMeTa30HOM JaHHBIX 3a HapyIIeHUS yTIiie-
BOJHOTO oOMeHa (Tmoko3a 4,19 MMoJb/JT), SpO3UBHO-
SI3BEHHBIC U3MEHEHMS CIIU3UCTON 000JTOUYKM XKeayaKa
¥ ABEHAIATUTIEPCTHON KUIIKKU He mosrydeHo. [To pe-
3yJIbTaTaM NeHCUTOMETPUU MUHEpaTbHasl TIJIOTHOCTh
KOCTHOW TKaHM B TIOSICHUYHOM OT/ieJie TT03BOHOYHUKA
(L1-L4) u meiike 6eapeHHOI KOCTU OblIa HUXE OX1Ia-
eMoii 1o Bo3pacty: —2,5 SD u —2,7 SD no Z-kputepuio,
cooTBeTCTBeHHO. [Ipu peHTreHorpaduy MO3BOHOYHUKA
B OOKOBOI IMPOEKIIMU BhISIBJIEHA HayaJbHasi KOMIIpeC-
cus Tena Th5 no3BoHka (10 5% nortepu maccnl). C yye-
TOM MOJIYyYeHHBIX JaHHBIX ITPOBEICHO PaCIIMPEHHOE
nccliefoBaHME IMOKa3aTenell Kaapluuii-pochopHOTO
oOMeHa UIST NCKITIOUSHUS IPYTUX BO3MOXHBIX IIPUINH
CHIDKCHUSI MUHEPATbHOU TUIOTHOCTH KOCTHOM TKaHM.
3apUKCUPOBAHO MOBHIIICHNE MapKePOB KOCTHOTO MeTa-
6oym3Ma (octeokanbpnH 175,5 Hr/mir (24—70), 3-Kpoc-
crmaric 4,1 ar/mi (0,1-0,85)) Ha (hoHe HOPMAJILHOTO
ypoBHS MenouHoi docdarassr (63 En/i), KanbLus
KpoBHU (MocJie KOPPEeKLUU Ha aTbOYMUH 2,45 MMOJIb/ 1)
u cyTouHoit mouu (5,02 Mmoib/cyT). BeisiBieHa Hemo-
cratoyHocTh 25(OH)Butamuna D (27,6 Hr/mia (30—100))
U TTOBBIIICHKUE YPOBHS MapatropMoHa (82,92 nr/mir), 4To
OBIJIO PacCIeHEeHO KaK BTOPMYHBIN THUIEepIIapaTupeos.
HaHHBIX 32 TUIIOTOHAAU3M HE TTOJTYYEHO (TECTOCTEPOH
28,1 umoib/m). C yaeTOM HEOOXOIMMOCTH JTUTEIBHOTO
npueMa aeKcameTa3oHa, ST IIPO(PMIAKTUKH TIepeIo-
MOB peKOMEHI0BaHa aHTHOCTCOITOPOTUYIECKAs Tepalusl,
BKJIIOYAlOIIas mpernapaThl Kaablns (Kaublius Kapoo-
Hat 500 mr + konexkanbuudepos 200 ME o 1 Tabietke
nHeM), Kojekanbuudepoa (50000 ME 1 pa3 B Henento
B TeueHue 2 MecsiieB) U buchochoHaThl (30JeaApOHOBAS
kucaora 5 Mr/100 M B/B KamegbHO 1 pa3 B roa uiu
aeHapoHoBas Kucjora 70 Mr 1 pa3 B Hefelo).

OOGcyxaeHue

Hamu nipencraBieH TUITMYHBIN CTyJail pa3BUTUSI CUH-
npoma MMM y nmauueHTa, poxXaeHHOIO B OJIM3KOPOI -
CTBEHHOM Opake. HecMoTpst Ha TO, UTO paHee poXKICHHBIM
B Opake IeTsIM, KOTOPBIE CKOHYAIMCh HAa PAaHHUX CPOKAX
>KW3HU, HEe TIPOBOIWIOCH TEHETUIECKOE TECTUPOBAaHNE,
C yYe€TOM aHaMHe3a MalMeHTa, Mbl He UCKJTIOUaeM HalnIune
y JaHHBIX AeTeil cuHapoma MM,

Taxoke xapakTepHbIM U151 cuHApoMa MUM sBisietcst
M HU3Kasl Macca Teja Mpy poxXXIeHUHU y aleHTa. 3abosie-
BaHMEe MaHU(ECTUPOBAJIO C IPKOM KIMHUYECKOI KapTh-
HBI: TIOJIMYPUU, TIOJTUAUIICUM, BBIPAKEHHOTO TTOBBIIIICHUS
apTepUaIbHOTO MABJICHUS, YTO SIBJISIETCS TUITMIHBIM TSI

MMHUM. Tak xe, KakK 1 B ciiydae, onucanHowm ITammx C. B.
U coaBT. [13], y malnMeHTa He yaaaoch 10CTUYb CTONKOMI
HOPMOTOHHMY ¥ HOPMOKaJIMEMUHU Ha (DOHE TepaITiy aHTa-
TOHMCTaMU MUHEPAJIOKOPTUKOUTHBIX PELIENITOPOB B BHICO-
KHX J103aX, YTO MOTpedOBao Ha3HAUEHMSI IeKCaMeTa30Ha.
PaszButie y onrcaHHOro HaMu 0OJILHOTO MEIYJIJISIPHOTO
HedpoKaIbIIMHO3a U TUIIEPTPOGUU MUOKapAa JEBOTO
KeJTynouKa, KaK OCJIIOXKHEHUM IJTUTEIbHO He KOMITCHCH -
POBaHHOI apTepUATbHOI TMIEPTEH3NUN, COOTBETCTBYCT
JIaHHBIM TuTepatyps [10].

OG6HapyXeHHas y 00JILHOTO MyTallMs paHee oIcaHa
B JIMTepaType BpadyaMu 13 MHINM, KOTOpbIe HAOIIOmATIN
16-neTHero Manburka ¢ cuHgpomom MUM [14]. OgHa-
KO B KIIMHUYECKOM CJIydae, MpeACTaBJICHHOM aBTOpaMMU,
POIUTEIN TTalleHTA He SIBJISIINCH POICTBEHHUKAMU, 3a-
OoJsieBaHKME MaHU(ECTUPOBAJIO IPKOU KIMHUYECKON Kap-
TUHOI, HO B OoJiee Mo3aHeM Bo3pacTe (5 JieT), a KoHeu-
HBII pocT coctaBua 164 cm. Ha MoMeHT obciieqoBaHus
y OOJIbBHOTO AUArHOCTUPOBAHBI OCIOXHEHUS ITUTEIbHOM
HEKOMIIEHCUPOBAHHOM TMIEPTEH3UU — MENYJUISIPHBIA
He(POKATBIIMHO3 U TUIIEPTPOdUI MUOKapIa JIEBOTO XKe-
nymouka. Heob6xommMo Takke OTMETUTh, YTO MAIIMCHTY
He oTpeboBaI0Ch Ha3HAYATh TIIOKOKOPTUKOUIEI, TaK
Kak Ha (hOHE Tepary CIIMPOHOJIAKTOHOM B KOMOMHAIINI
C aMJIOIUTIMHOM, TIPa303WHOM, METOITPOJIOJIOM ObLIa 10-
CTUTHYTa HOPMOTOHWS (K COXKAJIEHUIO, TO3bI TTPEITapaToB
He yKa3aHbl). Takum obpa3oM, TpedyeTcs MPOAOIKUTh
aHaJIU3 KJIMHUYECKUX CIIy4aeB ¢ Pa3IMYHbIMU MyTallUsSIMU
reHa HSD11B2 nns nzydeHust GeHOTUIT-TEHOTUITNYECKUX
KOPPEJISILIUA.

3aknoueHue

Cungpom MUM — 5T0 peakoe reHeTHYecKoe 3a00I1e-
BaHME, XapaKTepU3yoIlleecs] pa3BUTHEM HU3KOPECHUHO-
BOI apTepHUaIbHOM TUTIEPTECH3UU 1 TUTIOKATNEMIIECKOTO
aJIKoJio3a B IETCKOM Bo3pacTe. JluarHoctuka 3aboJjieBa-
HUS OCHOBBIBAeTCS Ha JaHHBIX aHaAMHe3a, KIIMHUIECKOM
KapTUHE, pe3yJbTaTax JJabopaTOPHBIX MCCIIeTOBAaHUMN
¥ MOJIEKYJISIDHO-TEHETUIECKOTO TeCTUpOBaHMs. JleueHMe
BKJIIOYAeT AUETUYECKUE PEKOMEHIALUM Y Ha3HAUYEHHUE Me-
IUKaMeHTOB — aHTaroHuctoB MKP, koTopbie MOryT Ha-
3HauYaThCs B OOJMBIINX 103aX, a TAKXKe Kaauiicoeperaloimx
JIUYPETUKOB U APYTUX AHTUTUIIEPTEH3UBHBIX ITPENIAPATOB.
ITpu HemocTaTOUHOM 3P (PEKTUBHOCTU TIPETIAPATOB ITEPBOIA
JIMHUY OTIPaBIaHO Ha3HAYCHME JeKCaMeTa30Ha B HM3KMX
nmo3ax. OgHaKo Takasl Tepalus TPeOyeT OCTOPOKHOCTH,
0COOEHHO B IETCKOM BO3pacTe.

Takum 006pa3oM, HepeaKo TIPU KypUPOBAHWUHN TTAIIUCH-
TOB ¢ opdaHHBIMU 3a00JieBaHUSIMU, B TOM uncie MUM,
BO3HUKAIOT CIIOKHOCTH, TPEOYIOIINE 0OCYKISHNUSI KOHCH-
JIMYMOM Bpaueid. B 3Toii cBs3M 0oOcaenoBaHue U JIedeHHE
TaKUX OOJIbHBIX JOKHO MPOBOAUTHCS B CIIELIMATU3UPO-
BaHHBIX YUPEKICHUSIX C TPUBJICUCHUEM MYJIbTUAMCIIUTLIN-
HapHOIt KoMaHIbl. B nanbHeiieM BO3MOXKHO MPOAOIKUTh
HaOJIoIeHNE 3a TTAIIMEHTAMU C IIOMOIIIBIO TeJIeMeIUIINH-
CKUX TEXHOJIOTUMA.
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